A Girl with Joubert Syndrome: Association of Endocrinological Abnormality and New Radiological Findings
The Editor, Sir, An 8.6-year old girl was referred to the Endocrinology Outpatient Clinic due to the onset of puberty. There was consanguinity between parents who had no history of such disease. She had ventriculoperitoneal shunt due to congenital hydrocephaly. The patient was receiving sodium valproic acid since she had a seizure at two years of age. The patient had mentalmotor retardation with facial dysmorphism and ataxia, and tent-shaped gait. There was also In almost all cases with Joubert Syndrome (JS), there is a molar tooth sign, varying degrees of developmental delay/mental retardation, and history of hypotonia during infantile period. Supportive findings include nystagmus, abnormal ocular movements, and irregular respiration at infantile period. In addition, some authors propose that dysmorphic facial characteristics can be considered within diagnostic criteria (5, 8) .
In this case, supportive findings for JS were history of shunt due to congenital hydrocephaly at childhood, hypotonicity, walking delayed until three years of age, inability to speak and nystagmus. Although hydrocephaly has been reported, up to 10%, development of hydrocephaly requiring shunt is extremely rare (9, 10). However, there was shunt in our case.
The most common ocular finding is oculomotor apraxia. There was also nystagmus and exophthalmia in our case. Hypothyroidism was previously reported in JS (1) . In this case, JS was associated with pituitary macroadenoma, ectopic kidneys and ovaries, precocious puberty, hypothyroidism and uterine agenesis. The findings other (SOMETHING SEEMS MISSING)hypothyroidism has never been reported in association with JS. We presented this case to emphasize that screening patients with JS could help early diagnosis; thus, improve clinical outcomes. 
